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A1555G mutation, 1349
AB variant, 77
Abducens nerve, 1639
Aboriginal Australian, 808
Absolute pitch, 911 (L)
Acetylcholinesterase deficiency, 635
Actin cytoskeleton, 25
Adaptive method, 1741
ADCA, 420
Adrenocortical, 995
Affected sib pairs, 167, 1428
African, 575 (L)
Populations, 829
Americans, 575 (L)
Aftercare, 1201 (L)
Age at onset, 265 (L)
Aggression, 593
Aging, 1782 (L)
AIDS epidemiology, 1047
Alcohol dehydrogenase, 795, 1148
Alcoholism, 599, 795
Aldehyde dehydrogenase, 795, 1148
Algorithms, 1733
Allelic association, 236
Alopecia, 413
a-Synuclein, 555 (L)
a1-Antitrypsin deficiency, 902
Alport syndrome, 1711
Alternative splice, 656
Alzheimer disease, 7, 13, 664
AMOVA, 829
Amyloid-precursor protein, 13
Amyloidosis, 88, 1054
Ancient DNA, 199
Androgen receptor gene expression, 966
Aneuploidy, 913 (L), 1617
Aneurysms, 1561
Angelman syndrome, 1, 370, 1588
Anticipation, 265 (L), 764
Aortic aneurysm, 1007
Aplastic anemia, 50
APP, 664
Ascertainment bias, 1125
Ashkenazi
Jews, 921
Population(s), 1800 (L)
Association, 578 (L)
Studies, 183, 587, 1161
Atherosclerosis, 397
ATR-X syndrome, 558 (L)
Autism, 493
Autoimmunity, 294, 1462 (L)
Autosomal dominant, 555 (L), 1078
Inheritance, 735
Polycystic kidney disease, 345, 1561
Thrombocytopenia, 1401
Autosomal recessive, 318
Form, 722
Retinitis pigmentosa (arRP), 571 (L)
Autozygosity, 1493
Axonal form, 722
Baldness, 413
Bardet-Biedl syndrome I, 1680
Bare lymphocyte syndrome, 279
Barlow syndrome, 1242
Basement membrane, 1530
Basques, 199, 1437
Behavior, 593
Abnormalities, 1406
Behavioral genetics, 1215, 1222
Benign adult familial myoclonic epilepsy, 745
Bipolar affective disorder, 508
Blindness, 1261
Blistering skin diseases, 1530
Body mass index, 1501
Bone resorption, 158
Brain development, 1666
BRCA1, 567 (L), 575 (L), 671, 1771 (L), 1776 (L),
1800 (L)
BRCA1/BRCA2, 921, 1021
BRCA2, 567 (L), 1771 (L), 1776 (L), 1800 (L)
Breakpoints, 1387
Breast cancer, 567 (L), 575 (L), 671, 784, 1775 (L),
1776 (L), 1779 (L)
C282Y, 924 (L)
CAG repeat(s), 192, 966
Campomelic dysplasia, 111
Cancer, 1775 (L), 1776 (L)
And aging, 1782 (L)
Breast, 1771 (L)
-predisposing gene, 921
Risk factors, 1782 (L)
Candidate genes, 1178
Cardiovascular manifestations, 917 (L)
Carrier frequency, 921
Cartilage, 31, 974
Case control, 220
Case-parents triads, 229
Subject Index for Volume 65 1831
Cataracts, 1261, 1299
Causality, 1342
Cavernous angioma, 125
Cayapa Amerinds, 519
CBFA1, 1268
CDC45L, 562 (L)
CDKN2A, 483
cDNA cloning, 318
Centenarians, 1178, 1782 (L)
Central Asia, 208
Centre d’E´tude du Polymorphisme Humain, 1493
Centromeres, 1617
CEPH (see Centre d’E´tude du Polymorphisme
Humain), 1493
Cerebral
Calcification, 764
Cortex, 19
CGG, 1375
Charcot-Marie-Tooth disease, 722
Chemokine genes, 1047
Cherubism, 151, 158
China, 1199 (L), 1199 (L)
Choreoathetosis, 1406
Chromatin, 1342
Chromosomal rearrangements, 448
Chromosomal syndromes, 448
Chromosome 1, 254 (L), 1798 (L)
Chromosome 10, 752
Chromosome 10p, 1401
Chromosome 11q, 167
Chromosome 11q13-q21, 1459 (L)
Chromosome 11q23, 1595, 1608
Chromosome 15q, 420
Chromosome 15q11–q13, 1588
Chromosome 16, 427
Chromosome 16p, 1242
Chromosome 16p11.2-p12.1, 1688
Chromosome 17, 441
Chromosome 17p modifier locus, 433
Chromosome 19, 175, 773
Chromosome 19q, 926 (L)
Chromosome 1q, 1538
Chromosome 1q21.2-q21.3, 722
Chromosome 2, 387, 1068, 1396
Chromosome 20, 1462 (L)
Chromosome 22q, 1698
Chromosome 22q11, 1595, 1608
Chromosome 22q11 deletion, 247 (L)
Chromosome 22q11.2, 562 (L)
Chromosome 2q21-q33, 1078
Chromosome 2q23-24.3, 141
Chromosome 2q31, 1639
Chromosome 3q27, 728
Chromosome 4, 256 (L)
Chromosome 4p, 151
Chromosome 4p16, 158
Chromosome 4q, 1428
Chromosome 6, 1647
Chromosome 6q, 571 (L)
Chromosome 7, 645, 1656
Chromosome 7p, 249 (L)
Chromosome 8p, 1428
Chromosome 8q23.3-q24.1, 745
Chromosome 9p Deletion, 1387
Chromosome 9p13-21, 1508
Chromosome 9q34.3, 1666
Chromosome aberrations, 784
Chromosome inactivation, 252 (L)
Chromosome Xp11, 1406
Chromosome Xq28, 50, 1520
Chromosome Y, 1623, 1718
Chromosome(s), 1368
Rearrangement of, 1608
Chronic lymphocytic leukemia, 265 (L)
Cleft palate, 387, 433
Cleidocranial dysplasia, 1268
Coalescence, 858
COGA (see Collaborative Study on the Genetics of
Alcoholism), 1148
Cognition, 911 (L)
Cognitive genetics, 1222
Coincident linkage, 1134
COL17A1, 1530
COL1A1, 336
Colchicine, 88
Collaborative Study on the Genetics of Alcoholism,
1148
Collagen, 308, 974, 1530
Q, 635
Type I, 336
Type IX, 31
Color karyotyping, 448
Complementation, 1368
Group, 1330
Complex disease(s), 847, 876, 1060
Complex disorders, 1096
Compound heterozygotes, 1279
Computer program, 1195 (L)
Conduction-system disease, 1068
Congenital
Cataract, 656
Myasthenic syndrome, 635
Nephrotic syndrome, 1785 (L)
Connective tissue(s), 308
Disorder, 735
Consanguinity, 1538
Control region, 808
Sequences, 1457 (L)
Convulsion, 1688
Core binding factor , 1268
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Counseling, 1201 (L), 1204 (L)
Covariates, 1760
COX (see Cytochrome c oxidase), 611
CpG hotpots, 1520
Craniofacial
Defects, 562 (L)
Disorders, 158
Critical region, 1387
Crohn disease, 1647
CTNS gene, 353
Culture, 1199 (L)
Cystathionine b-synthase deficiency, 59
Cystinosin, 353
Cytochrome oxidase, 611, 1030
D15S63, 1588
Dating, 1437
Deafness, 261 (L), 1204 (L), 1207 (L)
Deletion(s), 370, 1330, 1588
2q31, 104
Breakpoint, 353
Mutation, 1785 (L)
(Dm)2, 1125
Der(22) syndrome, 1608
Dermatosparaxis, 308
DFNA16, 141
DGGE, 1291
Diagnostics, 98
Dictyostelium, 25
Digenic inheritance, 261 (L)
DiGeorge syndrome, 247 (L)
Dilated cardiomyopathy, 1068
Disclosure, 902
Discordant pairs, 1760
Disequilibrium, 1741
Measure, 858
DKC1, 50
DNAII, 1508
DRPLA, 966
Duane retraction syndrome, 1639
Duplication, 1595
Duty of care, 1201 (L)
Dynein intermediate chain, 1508
Dyskeratosis congenita, 50
Dyskerin, 50
Dystonia, 764
Early onset, 134, 1776 (L)
Economics, 1199 (L)
Ecuador, 519
EGF-like domain (see Epidermal growth factor–like
domain), 1007
Ehlers-Danlos syndrome, 308
EM algorithm, 1195 (L)
Enzyme deficiency, 318
Eosinophilic inflammation, 302
Eosinophils, 302
Epidemiology, 1725
Epidermal growth factor–like domain, 1007
Epidermolysis bullosa, 1530
Epigenetics, 699
Epilepsy, 1396, 1698
ERDA1 locus, 192
Estimating equation, 858
Ethics, 1199 (L), 1204 (L)
Eugenics, 1199 (L), 1199 (L)
European, 1321
Evolutionary sequence divergence, 1580
Exact P values, 1208 (L)
Exon
Redefinition, 336
Skipping, 77
Expression, 671
EXT1 gene, 689
Facial paresis, 752
Factor H, 1538
Factor IX, 1572
Familial
Combined hyperlipidemia (FCHL), 397
Hyperthyroidism, 1462 (L)
Mediterranean fever, 88
Parkinson disease, 555 (L)
Families, 1473 (L)
Family
Data, 236
History, 1775 (L), 1776 (L)
FANCA, 1330
Fanconi anemia, 1330
Febrile seizures, 1078, 1396
Fechtner syndrome, 1711
Fibrillin, 1007
Fibrillinopathy, 1007
Fine mapping, 236
FISH, 387, 448, 1387
FMR1, 680, 1375
FMRP, 98
Founder, 575 (L)
Effect, 353, 728, 773
Mutation(s), 921, 1308, 1771 (L), 1800 (L)
Population, 1299, 1680
Foveal hypoplasia, 656
Fragile X, 680, 1375
Syndrome, 98
Frequency, 1785 (L)
G protein–coupled receptors, 949
GABA receptor genes, 571 (L)
Galactokinase deficiency, 1299
Galactosemia, 1299
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g-crystallins, 1261
GEFS, 1078
Gene(s), 1261
Dosage, 933
Flow, 1437
Frequencies, 1178
Mapping, 545
Mutation, 31
Structure, 1252
Therapy, 1368
Generalized epilepsy, 1078
Genetic
Counseling, 474, 1204 (L), 1207 (L)
Disease(s), 308, 902
Distance, 1125
Drift, 199, 1785 (L)
Heterogeneity, 735, 779, 1096, 1242, 1672
Isolate, 1114
Linkage, 151, 764, 1096, 1428, 1462 (L)
Mapping, 722, 1104, 1672
Relative risk(s), 1760
Testing, 1204 (L), 1207 (L)
Genome scan, 397, 876, 1060, 1760
Genome screen, 493
Genomewide scan, 1054
Genomic instability, 1368
Genomics, 545
Genotype elimination, 1733
Genotype/phenotype, 59
Correlation, 1321
Germline, 995
Deletion, 345
Mosaicism, 68
Mutations, 1021, 1291
Gibbs sampling, 885
Gilles de la Tourette syndrome, 1428
GK1 gene, 1299
GLI3, 645
Glomangioma, 125
Glomus
Cell, 125
Tumor, 125
Glypican, 779
GM2
Activator protein, 77
Gangliosidosis, 77
GM2A structure, 77
Gonadal development, 933
Graves disease, 1462 (L)
Growth patterns, STAT5 signaling, 959
Hair, 413
Roots, 98
Hairless, 413
Hamartomas, 1790 (L)
Hand-foot-genital syndrome, 249 (L)
Haplogroup, 1349
Diversity, 1457 (L)
Haploinsufficiency, 387
Haplotype(s), 1437, 1623, 1718, 1779 (L)
Analysis, 773, 1547
Of mtDNA, 1178
Sharing, 1161
Hearing loss, 141, 1803 (L)
Heart defect, 249 (L)
Heberden nodes, 1060
Hemidesmosome(s), 1530
Hemochromatosis, 924 (L)
Hemolytic uremic syndrome, 1538
Hemophilia B, 1572, 1580
Hepatic fibrosis, 709
Hereditary
Multiple exostoses, 689
Prostate cancer, 254 (L)
Spastic paraplegia, 757
Heritability, 784
Heterogeneity, 752, 1178
Heteroplasmy, 463
Heterozygosity, 183
Hidden Markov model, 858
Hirschsprung disease, 1469 (L)
Hispanic, 1321
HIV-1–resistant polymorphism, 1047
HLA, 1798 (L)
HLA-A locus, 1423
hLHR gene, 949
HNPCC, 1291
Hodgkin disease, 1413
Homocystinuria, 59
Homozygosity, 1489 (E)
Mapping, 1493, 175, 1465 (L), 1656, 1666
HOX-gene cluster, 249 (L)
HOXD cluster deletion, 104
HPC1, 134
hSNF5/INI1, 1342
Human(s), 808, 1359
Detrimental mutation rates, 1580
Genome, 1489 (E)
Hox mutation, 104
Malformation syndrome, 1268
Origins, 829
Populations, 1125
Sporadic mutation rates, 1580
Variation, 1423
Huntington disease, 966, 1204 (L)
HV1/HV2, 519
Hydrocephalus, 1086
Hypertrophic cardiomyopathy, 1308
Hypomethylation, 1375
Hypothyroidism, 1462 (L)
1834 Subject Index for Volume 65
Hypotrichosis, 413
Iberia, 1437
Ichthyosis, 1547
Identity
By descent, 1741, 1760
Of relatives, 902
Immunodeficiency, 287, 735
Immunogenetics, 279, 287, 302
Immunoglobulin E, 735
Imprinting, 1359
Inactive X chromosome, 1617
Inbreeding, 1493
Incomplete penetrance, 1040
Independent mutations, 1308
Infertility, 463
Inflammation, 294
Inflammatory bowel disease, 1647
Inheritance, 671, 1469 (L)
Interaction, 795
Interferon-g, 709
Intergenerational instability, 192
Interleukin-2, 287
Interleukins, 1060
Intestinal inflammation, 1647
Intracytoplasmic sperm injection, 463
Israeli population(s), 1800 (L)
Jaw disorders, 158
Jewish population(s), 1800 (L)
Job syndrome, 735
Joint sampling (block updating), 885
Joubert syndrome, 1666
Kallmann syndrome, 943
Kartagener syndrome, 1508
Kazakhs, 208
Kidney, 1656
Kirghiz, 208
Knudson hypothesis, 1790 (L)
LAMB3, 1530
Laminin, 1530
Length mutation(s), 519
Lens, 1261
Leptin, 1501
Leukoencephalopathy, 728
Liability, 1134
Likelihood-ratio statistic, 531
Limb
Abnormalities, 645
Defects, 104
Linear regression, 236
Linkage, 167, 413, 420, 427, 441, 483, 578 (L), 757,
876, 1208 (L), 1413, 1501, 1639, 1656, 1688,
1711, 1741, 1798 (L)
Analysis, 134, 256 (L), 397, 433, 493, 531, 571
(L), 728, 773, 779, 847, 885, 1114, 1449,
1459 (L), 1647, 1680, 1733
Disequilibrium, 183, 236, 1086, 1114, 1493, 1680
Disequilibrium mapping, 220
Mapping, 1078, 1086, 1465 (L), 1680, 1698
Methodology, 578 (L)
Study, 745
Lipid metabolism, 397
Location estimate, 876
Locus heterogeneity, 256 (L)
LOD score, 1096
Logistic regression, 1771 (L), 1775 (L)
Long PCR, 77
Long-range PCR, 39, 1561
Longevity, 1782 (L)
Loss of heterozygosity, 345, 689, 1423, 1790 (L)
Luteinizing-hormone receptor, 949
Lymphedema-distichiasis, 427
Lymphocytes, 784
Lysosomal storage disease, 773
M-FISH (see Multiplex-FISH, 448
Macrothrombocytopenia, 1711
Male breast cancer, 1800 (L)
Malonyl-CoA decarboxylase, 318
Malsegregation, 1595
Manic-depressive disorder, 508
MAO, 593
Marenostrin/pyrin, 88
Marfan syndrome, 917 (L), 1007
Markov chain Monte Carlo method, 885
Marshall syndrome, 974
MC4-R, 1501
MECP2, 1520
MEFV, 88
Melanocytic nevi, 483
Melanoma, 483
Mennonite, 1785 (L)
Ancestry, 327
Mental retardation, 98, 1406, 1465 (L), 1547
Metabolic disorder, 327
Methylation, 1359, 1375, 1588
MHC, 279
Microcephaly, 1465 (L)
Microglia, 13
Microsatellite(s), 208, 1623
Analysis, 1387
Evolution, 1125
Instability, 1291
Markers, 728
Polymorphisms, 829
Migrational movements, 199
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Missense mutation, 555 (L), 656
Mitochondria, 508, 1030, 1803 (L)
Mitochondrial
Disorder(s), 611, 1457 (L)
DNA, 256 (L), 474
Genome, 1230
Inheritance, 463
Mitotic recombination, 1423
Mitral valve prolapse, 1238 (E), 1242
MKase deficiency, 327
MMLS, 847
Mo¨bius syndrome, 752
Molecular basis, 59
Monoamniotic, 570 (L)
Monodactyly, 104
Monozygotic, 570 (L)
Mosaicism, 913 (L), 917 (L)
Motility, 25
MSH6, 1291
mtDNA, 463, 808, 1030, 1230, 1349, 1457 (L)
Deletions, 256 (L)
Haplogroup V, 199
Sequences, 519
Muckle-Wells syndrome, 1054
Mucolipidosis type IV, 773
Multilocus model(s), 1760
Multiple epiphyseal dysplasia, 31
Multiplex-FISH, 448
Multipoint linkage analysis, 254 (L)
Muscle, 1104
Mutation(s), 39, 68, 88, 247 (L), 567 (L), 575 (L),
645, 664, 974, 984, 1252, 1261, 1279, 1321,
1423, 1547, 1725
Bias, 1125
Deletion, 1785 (L)
Detection, 924 (L), 1007, 1291, 1561
Identification, 318
Length, 519
Rate(s), 192, 199
Rate estimate, 1572
Screening, 1501
Myelin disorder, 360
Myopathy, 1030
Myosin VIIA, 261 (L)
Neonatal adrenoleukodystrophy, 621
Neoplasms, 1342
Nephrin, 1785 (L)
Nephropathic cystinosis, 353
Neuroectodermal tumor, primitive, 1342
Neurogenetics, 7, 19, 587, 1104
Neuroimaging, 1215
Neurological disorder, 1406
Neutrophils, 302
Niemann-Pick C disease, 1321
Noggin, 441
Nonparametric linkage analyses, 1428
Nonsyndromic, 1803 (L)
Normal distribution, 531
NPC1, 1252, 1321
Npc1-specific domain, 1252
NPL, 847
Nuclear localization, 1268
Nucleotide diversity, 183
Obesity, 1672
OCRL, 68
Oculocerebrorenal Lowe syndrome, 68
Olfactory and reproductive development, Kallmann
syndrome, 943
Oncogene(s), 1342, 1779 (L)
Ophthalmoplegia, 256 (L)
Order of intron removal, 336
Osteoarthritis, 31, 167, 1060
Osteocartilaginous exostose, 689
Osteochondrodysplasia, 31
Osteochondroma, 689
Osteogenesis imperfecta, 336
Otolaryngology, 141
Ovarian
Cancer, 671, 1021, 1775 (L)
Neoplasms, 1725
Overgrowth syndromes, 779
P0 gene, 722
p16, 483
p53, 1782 (L)
Papua New Guinea, 808
Parametric analysis, 1096
Parent-of-origin effect, 229
Parental origin of mutations, 360
Parental-genotype reconstruction, 1208 (L)
Parkinsonism, 764
Paroxysmal
Choreoathetosis, 1688
Dyskinesia, 1688
Patella aplasia-hypoplasia, 441
PAX6 gene, 656
PCR, 1195 (L)
PCR-based assay, 353
Pediatric, 995
Pedigree loops, 885
Pedigrees with loops, 1733
Pelizaeus-Merzbacher disease, 360
Penetrance, 671, 1771 (L), 1775 (L)
Periventricular heterotopia, 19
Permutation, 1449
Peroxisomal membrane protein, 621
Peters-Axenfeldt anomaly, 656
Physical mapping, 545
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PKD1, 39
PKD2, 345
Pleiotropy, 1134, 1148
Polycystic kidney disease, 39
Polydactyly, 645, 1086
Polygenic disorders, 1798 (L)
Polymorphism(s), 183, 699, 795, 1086, 1406, 1465
(L), 1469 (L), 1779 (L)
Biallelic, 1623, 1718
Single nucleotide, 1547
Population(s), 1725
Admixture, 220
Ashkenazi Jewish, 1771 (L)
Asians, Chinese, Ice Age, 1718
Basques, 199
Bedouins, 1538
Cayapa Amerinds, 519
Genetics, 1800 (L)
Genetics of repeat polymorphisms, 192
Hispanic, 1321
Israeli, 1800 (L)
Jewish, 1800 (L)
Mennonite, 1785 (L)
Newfoundlanders, 1680
Portuguese, 1457 (L)
Roma Gypsies, 1299
Sephardic, 1800 (L)
Spanish, 1457 (L)
World, 1047
Portal hypertension, 709
Power, 847, 1208 (L)
PPOX gene, 984
Prader-Willi syndrome, 1, 1588, 370
Pre-/postnatal diagnostics, 448
Predisposition, 784
Prenatal diagnosis, 474
Presenilin, 7, 664
Prevalence, 664
Primary ciliary dyskinesia, 1508
Privacy, 902
PRKCG gene, 926 (L)
Procollagen I N-proteinase, 308
Prostate cancer, 921
Hereditary, 134
Protein import, 621
Proteolipoprotein gene abnormalities, 360
Protoporphyrinogen oxidase, 984
Pseudoautosomal, 1413
Psoriasis, 1798 (L)
Psychiatric genetics, 593
Psychiatry, 1114
Psychopharmacogenetics, 606
Pulse-chase assay, 1007
Q-FISH, 1617
Qualitative trait, 1449
Quantitative trait(s), 1161, 1449
Loci, 531, 1134, 1148
Quasi
Likelihood, 858
Palindrome, 567 (L)
R168X mutation, 1520
Radiosensitivity, 784
Randomization, 1449
Recombination(s), 370, 1368, 1711
Recontact, 1201 (L)
Recurrent spontaneous abortion, 252 (L)
Reducibility problems, 885
Relationships, 1493
Relative risk, 1178
Renal tubular acidosis, 1656
Repeat sequences, 370
Repetitive elements, 1375
Replication, 876
RET protooncogene, 1469 (L)
Retina, 571 (L)
Retinitis pigmentosa, 261 (L), 926 (L), 1672
Retinoblastoma, 1040
Retinoma, 1040
Rett syndrome, 1520
Rhabdoid tumor, 1342
Risk factor, 1775 (L), 1776 (L)
Roma Gypsies, 1299
Sahul, 808
SAP, 77
SBMA, 966
SCA, 420
Schistosomiasis, 709
Schizophrenia, 587, 876, 1096
Sensorineural deafness, 1349
Sephardic population(s), 1800 (L)
Sequencing analysis, 1279
Sex
Determination, 933
Difference, 1423
Ratio, 1473 (L)
-specific mutation rates, 1572
Sexual development, 949
Sexually dimorphic gene expression, STAT5 signaling,
959
SH3 domain, 621
Short tandem repeat, 208, 1623
Sibling pairs, 531
Simulation(s), 847, 1449
Single-cell analysis, 680
Single-nucleotide polymorphism, 183
Sister-chromatid exchange, 1368
Sjo¨gren-Larsson syndrome, 1547
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Skewed X-inactivation, 558 (L)
SNRPN, 1
Somatic
Mosaicism, 966
Mutations, 345
SOX9, 111
Spanish populations, 1457 (L)
Spastic
Diplegia, 1547
Paraplegia, 558 (L)
Speech and language, 1215
SPG10, 757
Spinal muscular atrophy with respiratory distress
(SMARD), 1459 (L)
Splice-donor–site mutation, 635
Splice-site mutation, 336
Splicing, 974
Aberrant, 635
Spondylocostal dysostosis, 175
Spontaneous
Abortion, 913 (L)
Tumor regression, 1040
Sporadic, 1473 (L)
STAT5, signaling, 959
Statistical, 1134
Genetics, 1134, 1148
Power, 1741
Statistics, 229, 1170, 1489 (E), 1760
Sterility, 1508
Stickler syndrome, 974
Stop-codon mutation, 611
STR (see Short tandem repeat), 208
Strabismus, 1639
Stratified sampling, 220
Striatopallidodentate calcinosis, 764
Stuttering, 1473 (L)
Substance dependence, 599
Sudden infant death syndrome (SIDS), 1459 (L)
Susceptibility genes, 134
Susceptibility locus, 433
Syndrome(s)
Alport, 1711
Angelman, 1
ATR-X, 558 (L)
Bardet-Biedl I, 1680
Bare lymphocyte, 279
Barlow, 1242
Chromosomal, 448
Congenital myasthenic, 635
Congenital nephrotic, 1785 (L)
Der(22), 1608
DiGeorge, 247 (L)
Duane retraction, 1639
Ehlers-Danlos, 308
Fechtner, 1711
Fragile X, 98
Gilles de la Tourette, 1428
Hand-foot-genital, 249 (L)
Hemolytic uremic, 1538
Human malformation, 1268
Job, 735
Joubert, 1666
Kallmann, 943
Kartagener, 1508
Marfan, 917 (L)
Marshall, 974
Mo¨bius, 752
Muckle-Wells, 1054
Oculocerebrorenal Lowe, 68
Overgrowth, 779
Prader-Willi, 1, 1588
Rett, 1520
Sjo¨gren-Larsson, 1547
Stickler, 974
Sudden infant death (SIDS), 1459 (L)
Usher, 261 (L), 261 (L)
van der Woude, 433
Velocardiofacial, 247 (L)
Williams, 1222
Wiscott-Aldrich, 25
Wolfram, 1279
Zellweger, 621
t(11;22), 1595
Tay-Sachs disease, 77
TDT, 220
Telomeres, 1617
Temperature sensitive, 1040
Teratoma, 1359
THC2, 1401
Threshold model, 1134
Thrombocytopenia, autosomal dominant, 1401
TIE-2, 125
TIMP1, 699
TP53, 995
Transcription, 370
Factor, 1268
Translocation(s), 111, 1608, 387
Breakpoint, 1595
Constitutional t(11;23), 1608
Reciprocal, 1608
Transmission/disequilibrium, 1208 (L)
Test, 236, 578 (L), 1161, 1170, 1741
Treatment, 59
Trinucleotide repeat
Diseases, 192
Disorders, 680
tRNA, 1803 (L)
TSC2 gene, 1790 (L)
Tuberous sclerosis complex (TSC), 1790 (L)
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Tumor(s), 995
Necrosis factor, 294
-suppressor gene, 689, 1779 (L)
Twinning, 570 (L)
Twins, 483
Type-specific mutation rates, 1580
UFDIL, 562 (L)
Uighurs, 208
Ulcerative colitis, 1647
Uncertain haplotype(s), 1170
Unrelated controls, 220
Unsolicited approach, 902
Urticaria, 1054
Usher syndrome
Type 1B (USH1B), 261 (L)
Type 3 (USH3), 261 (L)
Valvular heart disease, 1242
van der Woude syndrome, 433
Vanishing white matter, 728
Variance components, 531
Variegate porphyria, 984
Velopharyngeal insufficiency, 249 (L)
Velocardiofacial syndrome, 247 (L)
Venous malformation, 125
Very-early-onset disease, 1561
Waist-hip ratio, 1501
Weakness, 1104
WFS1, 1279
Williams syndrome, 1222
Wiscott-Aldrich syndrome, 25
Wolfram syndrome, 1279
World populations, 1047
X chromosome, 360, 779
Inactivation, 570 (L), 699, 913 (L)
X-linked, 1104
Mental retardation, 558 (L)
Recessive lethal inheritance, 252 (L)
XNP, 558 (L)
Xp22.3, 1104
Y chromosome, 208, 1437
Polymorphisms, 829
Yeast, 1230
Two-hybrid, 1040
Zellweger syndrome, 621
